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Table 



Type/syndrome 



MUCOPOLYSACCHARIDOSES 

I/Hurler 
l/Scheie 
II/Hunter 

III A/San Filippo A 
III B/San Filippo B 
III C/San Filippo C 

III D/San Filippo D 

IV A/Morquio A 
IV B/Morquio B 
VI/Maroteaux-Lamy 
Vll/Sly 



Enzyme deficiency 



a-L-iduronidase 

iduronate sulfatase 
heparan N-sulfatase 
N -acety 1-a-glucosaminidase 
acetyl CoA: a-glucosaminide 

-acetyltransferase 
N-acetylglucosamine 6-sulfase 
galactose 6-sulfatase 
P-galactosidase 
arylsufatase B 
(^-glucuronidase 



Cloned 
cDNA 



human, canine 
human 



human 
human 
human 

human, feline 
human, rat, 
mouse 



Animal 
models 



dog. cat 



goat 



rat, cat 
mouse, dog 



Affected 
tissues 11 



CNS. JB, LS 

CNS, JB, LS 
CNS 
CNS 
CNS 

CNS 
JB 
JB 
JB 

CNS, JB, LS 
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GLYCORPROTEINOSES 

Fucosidosis 

a-Mannosidosis 

P-mannosidose 

Aspartylglycosaminuria 

Sialidose 

Galactosialidosis 

(Table continued on following page) 



a-L-fucosidase 

a-mannosidase 

P-mannosidase 

aspartylglycosaminidase 

sialidase 

protective protein 



human 

human 
human 



dog 

cat. cow 

goat, sheep, cow 



dog 



CNS, JB 
CNS, JB, LS 
CNS 

CNS, LS 
CNS, JB 
CNS, JB, LS 



Table Continued... 
Type/syndrome 



Enzyme deficiency 



Cloned 
cDNA 



Animal 
models 
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tissues a 



LIPIDOSES 

Fabry 
Farber 
Gaucher 
Krabbe 

GM1 gangliosidosis 
GM2 gangliosidoses: 
Tay-Sachs 
Sandhoff 
Metachromatic 
Leukodystrophy 
Niemann-Pick A and B 
Niemann-Pick C 



ot-galactosidase 

ceramidase 

glucocerobrosidase 

galactosylceramidase 

P-galactosylceramidase 

P-hexosaminidase alpha-subunit 
P-hexosaminidase, p-subunit 
aryl sulfatase A 

sphingomyelinase 



OTHER DISORDERS WITH SINGLE ENZYME DEFECT 



Wolman 
Pompe 

I-cell disease and 



acid lipase 
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